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1 . A nucleic acid sequence comprising 

1 ) the sequence represented in Figure 8; 

2) the sequence represented in FigCjre 2; or 

3) a part of the sequencp^tSf Figure 2 with the proviso that it is able to 
code for a protein having^calcium dependant protease activity involved in a 
LGMD2 disease ; of 

4) a set^uence derived from a sequence defined in 1), 2) or 3) by 
substitt^tkJn, deletion or addition of one or more nucleotides with the proviso that 
s^jdsequence still codes for said protease. 

(j\S^) 2. A nucleic acid sequence that is complementary to a nucleic acid 
s sequence according to clai A 1 . 

3. A nucleic acid sequence comprising in its structure a nucleotidic 
Pi sequence according to claim \ of-2, under the control of regulatory elements, 
is and involved in the expression o\ calpain activity in a LGMD2 disease. 

4. A nucleic acid sequence encgdin^^the aminoacid sequence represented 
in Figure 2. 

^utoGs^SS An amino^ acid sequence which is coded by a nucleic acid sequence 
n according to ^claim s 1 to 4, characterized in that it is a calcium dependent 
protease enzyme belonging to the aalpain family, involved in the etiology of 
LGMD2. \ 

6. An aminojbcid sequence according to claim 5 ef-€; characterized in that 
either it contains the sequence such as represented^rTFigure 2, or the amino 
acid sequence of Figure 2 modified-tr^^ insertion and/or replacement of 
one or more amino^ekirwrth the proviso that such amincjbcid sequence has the 
calpaTn^aetiVity Involved in LGMD2 disease. 

7. An amino acid sequence\according to claim 5 -or6, characterized in that 
LGMD2 is LGMD2A. \ 

8. A host cell unable to express a calpain enzyme activity, characterized in 
3o that it is transformed or transfectedVwith a nucleic acid sequence comprising all 
(>\ or part of the nucleic acid sequence according to ony one of cla i ms 1 to 4 

\ 
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£ 9. Use of a nucleic acid according to one of claims 1 to 4 or a host cell 

according to claim 8 in the manufacturing of a drug for the prevention or the 
treatment of an LGMD2 disease. ^ . ^_ 

(\ 10. Use of an amino acid sequence according to ^ - claims 5 to 6 in the 

5 manufacturing of a drug for the prevention or the treatment of an LGMD2 
disease. „, . 

\\ 11. Use according to ^cl aims - 10 ur- *4, characterized in that LGMD2 is 

LGMD2A. 

G^GrVv^ 1Z Use of V> amino acid sequence according to ^eiaims 5 to 7 for the 
10 ^screening of the ligWis of said amino acid sequence, said ligand being selected 
in a group consisting, of substrate(s), co-factors or regulatory components. 
Pi 13. Use of a nucleic acid sequence according to ono^oTdaims 1-<e-4- in a 

screening method for tfte determination of the components which may act on the 
regulation of gene expression of calpain. 

14. Use of an host cfell according to claim 8 in a screening method for the 
determination of components active on the expression of the calpain. 

15. A method for detecting of a predisposition to a LGMD2 disease in. 
family or a human being, such method comprising the steps of : 

- selecting one or more exons or their flanking sequences of the^dene, 

- selecting primers specific for these exons, or their flankirt^sequences, or 
an hybrid thereof, 

- amplifying the nucleic acid sequences with thes^primers, the substrate for 
this amplification being the DNA of a human beihgTand 

- comparing the amplified sequence^the corresponding sequence derived 
25 from Figure 2 or Figure 8. 

16. The method acrording^ claim 15, characterized in that the primers are 
those selected from the opdup of : 

a) those describedin Table 1 ; 

b) those described in Table 3; and 

c) those^fncluding the introns-exons junctions of Table 2; 
ophose derived from the primers in a), b), or c). 

ft A*. The method according to claim 15*M6. characterized in that LGMD2 is 
LGMD2A. 
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18. A kit for the detection of a predisposition to LGMB2" by nucleic and 
amplification characterized in that it comprisesporrtereselected from the group 

of: 

a) those described in TaJJteTI; 

b) those describjedlnTable 3; and 

c) thos^irfcluding the introns-exons junctions of Table 2; 
lose derived from the primers in a), b) or c). 

19. Use of a host cell according to claim 8 in a manufacturing of a drug for 
gene therapy of an LGMD2 disease. 

jarmaceutical composition for the treatment of an LGMD2 disease 
characterized irHhaTih-con^ selected from the group of : 

a) a nucleic acid sequence accorofogJacJaims 1 to 4, 

b) a host cell according to claim 8, 

c) an aminoacid sequence according to claims 5 to 7. 




